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15924 microdeletion

15924 microdeletion is a chromosomal change in which a small piece of chromosome
15 is deleted in each cell. The deletion occurs on the long (q) arm of the chromosome
at a position designated g24.

15924 microdeletion is associated with mild to moderate intellectual disability and
delayed speech development. Other common signs and symptoms include short
stature, weak muscle tone (hypotonia), and skeletal abnormalities including loose (lax)
joints. Affected males may have genital abnormalities, which can include an unusually
small penis (micropenis) and the opening of the urethra on the underside of the penis
(hypospadias). Affected individuals also have distinctive facial features such as a high
front hairline, broad eyebrows, widely set eyes (hypertelorism), outside corners of the
eyes that point downward (downslanting palpebral fissures), a broad nasal bridge, a full
lower lip, and a long, smooth space between the upper lip and nose (philtrum).

Frequency
This condition is very rare; only a few dozen affected individuals have been identified.

Genetic Changes

People with a 15924 microdeletion are missing between 1.7 million and 6.1 million DNA
building blocks (base pairs), also written as 1.7-6.1 megabases (Mb), at position q24
on chromosome 15. The exact size of the deletion varies, but all individuals are missing
the same 1.2 Mb region. This region contains several genes that are thought to be
important for normal development.

The signs and symptoms that result from a 15g24 microdeletion are probably related
to the loss of one or more genes in the deleted region. However, it is unclear which
missing genes contribute to the specific features of the disorder.

Inheritance Pattern

The identified cases of 15g24 microdeletion have occurred in people with no history of

the condition in their family. The chromosomal change likely occurs as a random event

during the formation of reproductive cells (eggs or sperm) or in early fetal development.
Other Names for This Condition

e 15924 deletion

e 15024 microdeletion syndrome

* interstitial deletion of chromosome 15qg24



Diagnosis & Management

Genetic Testing

*  Genetic Testing Registry: Witteveen-kolk syndrome
https://www.ncbi.nlm.nih.gov/gtr/conditions/C3150674/

Other Diagnosis and Management Resources

*  GeneReview: 15924 Microdeletion
https://www.ncbi.nlm.nih.gov/books/NBK84258

General Information from MedlinePlus

» Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

*  Drug Therapy
https://medlineplus.gov/drugtherapy.html

*  Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

* Palliative Care
https://medlineplus.gov/palliativecare.html

*  Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html
Additional Information & Resources
MedlinePlus

*  Encyclopedia: Hypospadias
https://medlineplus.gov/ency/article/001286.htm

* Health Topic: Developmental Disabilities
https://medlineplus.gov/developmentaldisabilities.html

Additional NIH Resources

. National Human Genome Research Institute: Chromosomal Abnormalities
https://www.genome.gov/11508982/

Educational Resources

»  Centers for Disease Control and Prevention: Intellectual Disability
https://www.cdc.gov/ncbddd/actearly/pdf/parents_pdfs/IntellectualDisability.pdf

* MalaCards: chromosome 15q24 deletion syndrome
http://www.malacards.org/card/chromosome_15qg24_deletion_syndrome
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March of Dimes: Chromosomal Conditions
http://www.marchofdimes.org/baby/chromosomal-conditions.aspx

My46 Trait Profile
https://www.my46.org/trait-document?trait=15q24%20deletion
%20syndromeé&type=profile

Orphanet: 15924 microdeletion syndrome
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=94065

Unique: 15q Deletions
http://www.rarechromo.org/information/Chromosome%?2015/15q%20Deletions
%20FTNW.pdf

Patient Support and Advocacy Resources

Chromosome Disorder Outreach
http://chromodisorder.org/

Resource list from the University of Kansas Medical Center: Chromosomal
Conditions
http://www.kumc.edu/gec/support/chromoso.html

Unique - The Rare Chromosome Disorder Support Group (UK)
http://www.rarechromo.org/html/home.asp

GeneReviews

15924 Microdeletion
https://www.ncbi.nlm.nih.gov/books/NBK84258

Scientific Articles on PubMed

PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%2815q24%5BTIAB%5D%29+AND
+%28%28deletion*%5BTIAB%5D%29+0OR+%28microdeletion*%5BTIAB%5D
%29%29+AND+english%5Bla%5D+AND+human%5Bmh%5D+AND+%22last
+3600+days%22%5Bdp%5D

OMIM

WITTEVEEN-KOLK SYNDROME
http://omim.org/entry/613406
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